. GPR179 Mutations in CSNB (a) Corresponding pedigrees of patients with complete CSNB with GPR179 mutations and cosegregation analysis. Patients included for whole-exome sequencing are marked with a red arrow. Index patients sequenced by Sanger sequencing are marked with a black arrow. Doubleline = consanguinity, filled symbols = affected, unfilled symbols = unaffected, square symbol = male, round symbol = woman. In one family the affected patients carried three variants in GPR179 (Y1048 and Y1049). Since p.Val459Ala and p.Arg200* are located in cis on the same chromosome, we concluded that p.Arg200* is rather the disease causing mutation and p.Val459Ala (V1 = variant 1) a variant with unknown pathogenicity. Full-field ERGs show typical ON-bipolar pathway dysfunction: there is no detectable response for the dark-adapted 0.01 ERG; dark-adapted 3.00 and 12.0 ERGs show an awave at the lower limit of normal amplitude and normal implicit time but a severely reduced b-wave, leading to an electronegative waveform. Dark-adapted oscillatory potentials (OPs) are not detectable. Light-adapted 3.0 ERGs show amplitudes at the lower limit of normal but implicit time shift for both the a-wave and the b-wave. The a-wave has a broadened trough, and there is a sharply rising b-wave with no OPs. Light-adapted 3.0 flicker ERGs show amplitudes at the lower limit of normal but a broadened trough and a mildly delayed implicit time. These photopic ERG appearances are characteristic of selective dysfunction of the ON-bipolar pathway with OFF-bipolar pathway preservation[1].
1. Miyake, Y., Horiguchi, M., Terasaki, H., and Kondo, M. (1994 Was found in affected Y1048 and Y1049 in cis to p.Arg200* and thus it is more likely that p.Arg200* is the disease causing mutation (Figure 1) 
